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THEMEREE

T Ahat—BBEEEE) RRTHIEGRE (VAL T Ay o bR — U EERE
PEte) DRRHEOREN & BEROEREIZET 45T
- B AT VAN -

MESEE BT

ENMRFEEFZRENE

T Aha—EREEEITREEOSHD, vANT LY a2 —VEREEED
ERFHEGRL R E L TCEBELZMERN DT ) L7 VA B2 8E LT, BERG
RO DR EREIC, T FERLOCEROFMHFIEIC DWW TR L. 7
S BT VASENTIIS R OBERIIVNAL RDIERARZEETH LD, BIKRKREEL LT
BWENCER L T < I, BB U THEHEDT LA BT BE B L OEEHED
metaphase FISHEZATIZ L AUEAEBEERORBRIEEZ ER T 5 EKHINPULET, BRA
B EFEHICRAEMNICHEIRT A Z L RNEETH S.

A. TFREBER

74N T LY o2k — v E R
(Wolf-Hirschhorn; WHS) % &t K&EWIE
FRHBEILY ) LT VA BT EERL, BEK
REL LY VLT VA BT A ERTAED
BEELEZREIC, EAMNRFERBIUERD
FMFIEIC OV TRET 5.

B. #WFEFE
O Hphuns

AT EICINE SN, WHSEETY / A
T VAT FRARERTHEGHEBERL X
CHBAO/LN-EHEOKRMM (~ Y
& % VMIEDTARR M) A#3EHE L7z, EAH
WX, T AT LA AT BRI —E % Gentra
Puregene Blood Kit (Qiagen) #HWTH /
LDNAZHH, 250~1000ng/ u 1IEE IZFR%
L, — & &7 L7 VABTICEVRBRHER
L7 LA BRI RSB A RE
BT DZENUBIIR-T=HEIHEL, R
EREROEE~EKRALEBE~BELIT 7.

@ 4 LT LA

Signature GenomicsfEDFT A iz kD, £
77 LRI T D RI3Ekb IR D /N v 7 R —
y7a—7k, 2000, OB O A s R EE
g, 410477 o A 7HEE, 430k
o AT A& T ET00LL Lo Z —4 y ME
1T DWW THEAI10kbERRIZ, FH 1348208

AV a7 a—7 %#E#E L /- NinbleGen CGX
array (SignatureChipOS™) (Roche) Z W T
CCHIEIZ L B4 ) BT VA T 1T~ 7=
Nimblegen Arrays User’s Guide® 7' 1 h
a2 — IR, BEDHDNIE—HOBRORE
LT 7 ARBOS ) ADNAK g
EENTNCY S ECY3DRAEIENXRBRIZT
i, SERS - AELI-BEECX arrayll
TTIA, BBENATIVHFAXEZHEDOL
Yeg - EifR X, MS200 Microarray Scanner
ICTAF ¥ L7z, NimbleScaniZ & Y ER YA
AWIERAX XY A A—DEBGCKXT 7 A4 VIZEH
L, CGX arrayEEFH OfEAT /7 b Genoglyphixe
ZFALTERBIBITB Y ) s —KE
HEoORH & FEMmEIT -T2
7 BT VAT, & b3 e —HEL
FRRE L%, FOEEVEEOBRKER &
EERHLINE I NI OWTOEMBEKEE
EThHDH. BEIIREINES ) Aar—#
Bilvuw, DBEFOBRBKEREBEERD S
(clinically significant) , 2)EBFODOEEE
JEMR & OEIXAHEE (unclear clinically
significance) , 3)BEOBRKIENRIZIIFE
LTWARWRREMENE UV (thought to be
benign) , OWTIUTHEET 50 %& Ml ~ ITFF
L7 EZF ) Lha—HEFOKExs, B
HHERICEENEETF, BLIURKOER
LITEEERORNERE! (benign copy number
variations: bCNVs) 7 E I mEEE L /-,
lclinically significant] DEEfMIX, B&H



L7 7 bha ¥ —HRE RSBmO FRE
BEHEPHONTVEEE, HDIVILERKE
L OBESHEOHAL TV ABRMOEIR
FHRFEETEHE T, B obCNVsEIE TRV Z
E AR LT

EREICH NN BEORICER L
1 BT VA RATIZBWT, BARD5FR
ULCRO - a v —HEbx BHREIIRT
5 ﬁ]"‘)ﬁ)\@bCNVsJ: L—Cﬁﬁ l./f\_ $%5\—wu
D77 7 ha € —EEB KA DbCNVs
ELTEREINTHRWES, BHAnELN
EHEEIIEEOT VAT EER L, BRKE
RORWCEPSEZELEZ EBRHB LGS
IFEebONVs EE X T2, S BT, B bLOEE
ICOWVWTHRTE RWGEERde novoTHDH Z
EBHBALEBETH, BICKEABRET
15 52, T TITATHLL EDORENTH> HbCNVs
& L TGenoglyphix®lZBEEEINTWH T J A
aE—KERL, &7 LD15963H DEEAL
2, G6TALREEL EX T CIIEH IR TS
Database of Genomic Variants (DGV, Nov 2010)
DEGFT—H I ELBEIT L.

lclinically significant] & % [thought to

be benign] & LEHMlEREETE RV L=
E—BEEIZOWTIE, &9 H AT Tunclear
clinically significance] & 3 LIREREL
7.

® metaphase FISH 4T

BEOYT ) LT VAT THRELZT / A
av—HED>H, EFED1) lclinically
significant | , 2) [ unclear clinically
significance] ¢FHMBHELIZREDHI L, 7/
Ao —HEBEEICHE REEBEROERD
VEMOH AFEHFIZOUV T, metaphase FISH

AT A RRET L7,
metaphase FISHEEMTEMIZEEL Tk, £7
EFZ LR SN 7 A3 —HBEE)

LEEINARBEFEEREEZEREL, Y o—
TELUTHWADNAZ a—2% “Human 32K
BAC Re-Array (BPRC)” DT A 77 U —bH 4
BRI L, &7/ a— 5 EERTLHY
I ULy FHEICTDNAZBELE. BB
IR LT, 2~4BEO 0 -T2 FNEN
BROBEREOEBFELIANC=v I b T
Al —va U ECEVERLUE, AELED
NABKEY, A7 K772 RICBR LR
BRSEE EEDERIIT 74 L, —BA

ATV FA Rk, G- BEEL, HEREK
ETREERSEE DD WM EIZE
Han-v 7 rrz881L, ¥/ Lo —K
BEITE D AR OV TEE L 7.

(GHEE~DERE) )

FENRZORBEESICHFLAR SN
t#/A7V4ﬁﬁﬁn&LT BT
L A fEMTE L Unetaphase FISHF#EAT % EME
%k.%ﬁ%@%ﬁ%%ﬁiﬁ@ﬁﬁ%b

C. R

OF 4ipse Sav)

2010 5 A Db 2011 £ 3 AR F TIZ, FH
121024 DBEB LT L0OENSDOREE
FiFAT 7. REBRAAEED O O RE T, B
149 4 O H R AR R 3 [WHS B3 20 #,
BRI Yefa b B2 BE 28 4, FERAOEHRE
/s (MCA/MR) BF 101 ], B&
VEH 157 LOBEOHORBDPNEINT-Z
LT s,

WHS 228 20 FioMERINE, IR 16 B, BIR
BAFTH-T-. 208D HH 3 FEFNLG 5%
BEIC L AREERRE Tl dp REPHERINT
BL, &% 7T u A7 FISH #EdH D ik BAC
Tau—7EHNEF =T R T AT 4 &
o (KR O MR R E BB STV .

EL 1L 7% DNA FhHALEEBREA £ COM, WY
BEEINTWAo7Y, BE - BEML TV
MiE»AEHEHY, ThorofHLESY 7 A
DNA 2 W=7 LA @i, 7e—707a
k @ Standard Deviation 3@\, 7—F7 7
7 hoOae—KBENSEREHIND LY,
FEATIZE L T o n. AHFEREDT LA
EAZBWTIE, BOBEWYT /L DNA % #E{iE
THLEREETH .

@ %) LT LA YT

SAEEE CIRHEREZZ T T X TDA
FEILOWTH ) LT VAT EB L. &
EOBIZHOWTIE, BEIIRHEINT / A
a b —EEITOWTHERER EOLERD
EWERDSERMIZERL TV 5.
THETICRIT L BE L, WHS B,
DOYREEREBRE, FETREAD MCA/MR BEIZ
SEL, FRLFRUIIOWTHR O



a. WHS &

WHS BFE 20 EFIDT ) AT VA fRITHER %
FEREROR 1 LH1LITR L. 4 BRaKIC
RO REDR/INYA R 2Mb, B KIE 29. 4Mb
THY, 2 FIH 4 BREEORKEGEFIEAYT )
LT VAR OREET—H LTV, X
FTRTRKREGENER > TV, 5Mb & D4y
ML 5~10Mb 23 9 Bl L 45% % 5, FDH 1
8Mb B DRKH 5 F (25%) L HBEEF LT
Wiz, FEiz, REOX A T1X, SEKE 13 5]
(65%), HREIEKE 3 Fl (15%), FHHER
BREE 3 15 (FISH AT ARHESRIER] 1 fla &)
(15%), =i 1 ] (5% Thot-. =B,
REGHO—F LW 2805 H 1 Hli1m
WRE, 1HIIRHERBERE THY, K
METINETIZT 2 AT VAT LT 20
Blo WHS BEX, THhENERD 4 BhEK
BEEEEE LT\

b, BEAOYEEREBE

T AT VA BIFENC, GaRiEdh BT
FISH HRIC L 2 BB EREICB WV CLRAEKEREE
PHHLTWT, REEREICHEY ¥/ 20
RE& - ERHHOER B EOLAETEER

OBRMERNFR EZ 2 oz 28EHICH>WT,

T LT VAR RENREROR 2 1R
L.

G BHeiESH DT FISH i CRGEREER
EAVHIBR L Tz 23 JEFI D 5 BASEEE £ A
7 DIERF 14 IAMEIT T, BHE STV
EEFREERICEAL TRE - EEO&HFALE
MIZFETE . BEFRHD narker Pl
FLTWE= 2 &R GEFI26, EHI27) ZZFD
MRRERLHERTIRBRERGONE. &Y
ERREERE 23 EFD Y H 7H EF 3, fE
%l 6, fEH 13, FEGI 17, FEF 19, FEMF 20, iE
Bl 24) ITOWTIY, EROERSH CIEME

TERVWEHELRREBEEER TH -T2 &8,

SHIZEDS B 1 EFM GEF 17) 1ZOWTiX
HEEFEBHEAL WU e EERO
T AIC—ERENHBREEL TV E
BEAGMMNE 2T,

FEERBEREOTY A ZEFIZONWT
1%, 1% narker e {EE T A 7 THL T
7= VIEF % & 4 FEH - FER 11 (BREMBEOE
YA 7B T0%) , FEG] 15 (30%) , JFERF 20 (80%),
FEF 26 (84%) (Z2WTCiX, BAL RS ) L=
V—HEFEELTRETER. LarL, EF

14 O+i(12p) (12 BLEKERT TV I—)
PIKIEHEEIALTWAZ LR BESNS
Pallister—Killian JE{&EED 1 EFNIL, 12 F
RAEERESERO T ) Ao =KMo
Z— 3RO T, 12 BREEKERERHEE
R B b ATO—EORY ) Ao —
BENMEWHIERTH -,

7, DEABERELEZOLNA TV 4
EF EF 1, EF 4, EF 12, EF 22) o
fEATCIX, 2 fEH] CERI 4, FERF] 22) 1X, bCNVs
EEZONDH A —BBEDHRTH A,
EG] 12 IZBEIZED EEBEXOND T /) Lol
— B %, EA LIS EEER LAV RS
Dy ) ha BNtk L.

W OREEBERE S, WA LESY
Labv—¥KEFOEREL LIGEBRLE 2
— 7 & VT, metaphase FISH fEATIZ L B4
EEEEROERESEATH- 2.

EFAL 7 DEEMEEFEEZE L Tz LER
(EF 28) i, bCNVs L E X LB a v —¥#K
ElbkOHRTHY, BERERICEEL T 57
BEHO»BY /) Aab—HKEEIIRHEINA
Mmoo,

c. JEETRBHO MCA/MR BE

JRE AREA 0 MCA/MR B35 101 B2 EHME L 1=~
J LT VAN O FR, Tclinically
significant] SFHMBE L4/ A v —4EE
DT 10 EF (9.9%) EBIRERIDOFE 3
[N O el

7o, £OM 8 FER] (8.0%) iE, bCNWs &
LTIXE LN TWARWSY ) Ao —KEE %
TDH-LOO, BERE THREOREKER LD
BEEZ DWW THEE TX 3 lunclear clinically
significance] & ¥l L 7.

fclinically significant] & & %2 b7
10 FEFNCEESHT-F ) Ao E—HREONFRIL,
a B —H#E 10 # B, = ©—HuEM 2 4 FF,
o e —EEAD OV A X1 549kb~8. 3Mb (EH
4.6Mb) ThhH, avr—HEEMOY 1 X iT
1.4Mb & 20.1Mb Tho71=. FOHH— (E
1 : 17912 HHE, JEF] S : Sotos IEMERE, LE
B 7 : 15q24 MR K) 1%, 7/ LT LA AT
DR L TEFE, EFEHEE LTHRYLT
XTBMRREREE—B LTV, 5%,
4 R TOFERFIZ metaphase FISH fEFIZ L A8
SEE UEBAEREL ML, SREOEKIER L
OBEIZOWTEEML T <.



lunclear clinically significance| &&F
i U7 IER % 8 FEBIZR D=8, D 5 & 2 FEH
A7 OBREMEREHDWVTEF A 70D
BERE L IETHHERNELN, 4% FISH
FRATIC L 2 REE2 BN LEEmETTH. RV 6
BHIRDT- 7T r IO —BEF T = —
W 4 7B, a—EEM3 ¥yAITHY, K&
X 159kb~70Tkb TH->7-. D H 5 4 EH]
FET, SEEHEIOREORMEE ST TT

VAT R EE L TOBFERBELEZD.

2 IEFN BB OMENT b FEHE L de novo DEALT
HDHZEEER LN, v —HREEBIC
BEOHIAL TWABRGFIERTE RV
b, SROBERBIUV—BRERADEITKER Y

ERMLU-BIIHEIMET DL BLEEEL .

d. —MRERAIZRS -5 7 b v —HE

Fex OFFEGETINE TR LT-BE
DE (—REEAN) 71 &D7 ) LT VA BATIC
BT, BifA bz 100 BEU LD ) A
a—EEEVE Y 0~0 {#, Fiy 3.8 @R
HL FORTENR1LDORIRDI=T/
Ao —EENThHoT-. BELLENLD
72 bCNVs B2 b B0, BIRHAFEFRD 5
ZUAEIZIB UL T O 12 #FRD Y ) b2
V- LiERE, BEATOUMEEICE
T AREFE/2 bCNVs & & % 7.

BY K b 1944 (37kb), 3p21. 31 (125kb),
5g35.3 (190kb), 6p25.3 (73/110kb), 7¢36.2
(122kb), 8pll.23 (125kb), 10qll. 22 (168kb),
12p13.31 (107kb), 16pl2.1 (76kb), 19pl2
(81/97kb)

X Yefafh b Xp22. 33 (102kb), Xq28 (103kb)

@ metaphase FISH f&#fr

T LT VABITORBR, £0OFHREL L
IZ1B 0D metaphase FISH fEAT S AR 72 ERFIZ
DNV, BB DORFER T L1, YR DNA
Ju—rETF—FNR—=ANLERL T2 —7
ELT, IBRY ) Lo —8BREIZHES Rta
EEERIC OO T FHRERFENICHETEE
EHTND,

Z IUE TIZ metaphase FISH f##fr % EhE L 7=
EHD S H, REaEsEgs ERICER LR
BOEBREEOBERAERT I ENK
EER T - Ho—% FrRior~7.

a. WHS JEfEEE : JE6] 1, 19

10

WHS fFEMEREERE OERF | LEM 191X L biT,
) AT LA BT 4 FaEERmEEm O
aP—HEAL L & BT, 10 Bl KRR
OF ) LA —EEMER D, EH 1 D 10
R EERBEHOS /7 Ao C— BTN
770kb TH Y, JEF] 19 {15 150kb THo 7=,

T bbb 7 LA ORERM S MEEGZEOICE,
WEEFIORE 4 FHEMIT, ERmIRC 10 #
Yufa A BEBRRE AN U - IREREBETH D
FREENTRE I N2 &IT2 5.

F T, FORIEOT-, BIEMFNT 10 HY
EEERRSHO 70— 7 % H\ T netaphase
FISHfEATZERmLT-L 2 A, EF 1LIT2ED
10 HZLta A B EICINZIRE 4 HREHE
Bavsmic sy S AnBEI Y (K2), E
# 19 1% 2 A 10 FLRERERRRLSMNZ Y
TFNERBDRboTo (R3). 425, iE
B 1 OIRAE 4 BT 4 BYaRERRT
L 10 B AERRE & O AEEEICHI L
FRBEREERE CHDH L BRI LN,
HEF 19 OTRA 4 B EAITIREH R & E RS
BERTH-T-. EM 19 TIX, FISH ##T#%IC
EELUEEEOY ) AT VAT E O RE
210 BREEEREHICFEICY ) Ao’ —
WMERE LT\ 2 2R L, ER 19I5
1 10 FRAEEERREROY /) L2 —HE
IEFE72 bONV Th o= &R L7,

b. BB ERTEH

G YR & A REI oir CR R BT
WEREIHALTOTERDS L, 7L
AT ORER, GHRERETITHBITERWE
MRLEEEERT THDL L EHATERIN,
metaphase FISHEEATIZ & 0 MREETE -5l % 7R
ER
<FEF 6 >

G oYeiETlRe B AR B RH
O IMEEEPBEINTW . 7/ LT
A RN DFER:, 2q35-q36. 3D = B — g
hn & 2 o = ¥ — B R T
metaphase FISHEZEMTIZ S 0, BR 2B AT,
2q35-q36. SETA BHNEEB L, I HLIZEDE
M OBHROREEE-T-EBERETHH L
MHEBE L (K4) .

<JEF[11>
GHYETIHINEBREBERER OB KL L
EZZONTWE., 7 LT LA ORE,



11q24. 2~q25D#75. Mb DB BaE I EE & 11925
DOFI2. MbDEBFEERO27 DS ) A2t
—EBAOERD. RENBLEEER KR
ERITHEREF X LTV 2. metaphase FISHEEAFTIC
L0, BEIIFREKT, NELAKERSE
LD 2 SO OHEEH KL L AHEER
BETHHZENHHALE (M5) .

D. EE

G Aot —BBRELETEEODH S,
WHSIERERE % & Te E R AR IEBRE149EFI B &
BR—EDEIZ- OV T, NimbleGen CGX array%
AWTCGHEIZL DY ) 27 VA B 24T
SRR EE LD, —EOEIFEZELT,
BRARICH DD DERLERETIC, RITHE

BLUORROFHMEFiER o0 TRE L.

WHS JEMEREIT 4 BREEKEROE R EN
FROERFHIEHEFHEDOOD L STHY, 60~
70%25 G ZiEIic L 0 B &4 5 (GeneTests:
http://www. ncbi. nlm. nih. gov/sites/GeneTe
sts/) EEN TN, RFECINE - 7L
A FRAT LUT= 20 SEFIZOWTIE 17 1 (85%)
B 6 AREICL D AR RBKEROEERE
RSN TV A Mo DRED 1ERL
BREHINTWAZ EE, AR TIhETIZ
ULEE - fRAT L7 WHS BE X, RBROE»A
dysmorphologist 2 HLREHEMH 2T TED,
Lt ARRAEMFERICEE U CEEEFTREN S WHS E
BEEERE> TWDI I EEREBEMICELTND
TEIZEVRBRERBELY BT TWADTIEEAZWD
MEZBZ LN, TNETIZNE - TLA#
#r U 72 JRRASER 0> MCA/MR BB 101 )i WHS 4E
FEEIIR D o7, A BREFRERO KL
DY A XX Fe /D% 2. 0Mb, BRI 29. 4Mb TH
D, 8Mb BDORKD5H] (256%) & HERYES
LTz, SERK 13 Bl (65%), PRIEmK
K3 (15%), REERIERE 3 ] (FISH f@tr
REESRIERF 1 BlxZTe) (15%), ZOf 1 Fl
(5% THY, 20 EHD WHS BEIIFNZEH
ERLABREHREERELZF LT

B kREE 86 2tBE LS/
LT VALY, BEFMDOHF LD
EMRHE P OACTEEZ LR, BED
WEF BT LICLVBEODEITHK
MTONLDARRLT, SHOEFZOREIC

11

EETExHAHEELH Y RKEFRTH- -

FrEDY L, 8ER (29%) ([THEMEYAE
EHHERSER SN, REBAEERFEORER
A= RLBRERBEIN TV LV EEICE
MTHAZLWTREIN, TUABITOKER
PHRBREFIREATHRT 2 LOEEK
PHEIBHBMCTEE. BT, T ULAETNER
BRIRRE L L TEREINSBEICLE MR
ELT, EBOT VA BITHERTREEINRS
S —HEE I REKRFEROBBEHEL
=0, ¥ Lratvt—HEZL L TRHEIhZ
W EKEEREZRD TRZETI-DICH
FERTH-oT.

G ¥k B NI FISH tE CRE SRS ER
B SHIR L TW 2B A 7 FEEF DOMENTRE EH
HiX, BEMEN 0%EEHNITYHEERD
EATREICBW TS ) AT VA BT LD
WM EIREL B X i,

12 FYuakEkio Bk Ak 28R
£ ZJIWCEHET BB BEEEIRN B
Pallister-KillianfEMREED 1 EFIZ W TIE,
) A —HITBREINDIRBEREDON
& — (12 BRERERESEO 2 ©—E8m)
IR EN T, 12 BERERRRET & Sk
RYUE g AT O—EOHENRT ) Lhat—
HEEMEWIBERTH--. A 7HEEN
FEENZ EICLAREBRARLEELZ LN
D, ZORERIEIT VABITIZEBNTY  AD
FTRTCOBEBRPHEORBERELHF LTI
RN EERBLTWASEEZBNT-.

BIETREERE 4 BIOMBITRERIT, fEF 12
WZEREEIZE D EFEZ BN Y b B —EE
DE, FEFl 2 (ZEEICBER L WiERD S
AP —HBEEMERB LT LA BT ORI %
BELE. —F, bNVs DA LEZ L 25
FIHIL, PRETY ) LT VA BFSAE#
BRELFLTHHTEDLLDICR-T2E LTYH,
SPREICLAERGTBVLETHD L 2K
DTRTERTH -7

JEEIF O MCA/MR & 101 Bl ER L4
J LT VARTORER, BEER TS/ Loy
—HRELZAEDE 10 FEM (9.9%) %
lclinically significant) & EfliL7-. 3 iE
BT Oa B —HEF T, 055 1 EF
233 —EHE, 2EFIN 2 v —EED Th o



=, FREOa—HEBE THo7 7 EFIT
TRCabt —HHY ThH-o7-. a v —KED>
OH A Xit 549kb~8.3Mb (E¥J 4.6Mb) ThH
St FDH)L—EIL, ¥ LT VAR
LRk L TCTEEE, EFEFEE U THBILTE
R EEREE —H LTV, a—&
%m& 2T 1 FlOF A Rk 20. IMb 72D T,

SRETRENREI N T EELS

b\&%z_i}ﬂh CAPEZ L 2BFFHEOEED
5.

bCNVs & LTI o TWins / Aot
—HREERDHLOD, HEBRSATEEDOR
FREEIR & DBEENH D CHEETE o7z 8
FEHl (8.0% ) % [ unclear clinically
significance| CEEML7-. 8EFMD 5 H 2 fE
Flix, =17 ORBEEREH D WETET A
7 OWEREETRTABRLGELN, 4%
FISH fBATIC L D REEZBMT HZ LIZLD
fclinically significant) & HIEMTE %
EERHBH. D 6 FIZFED T #BrD =2
“ﬁl%% X, SEEER>SEREBOREL S
FCT VAT EER L, BERERDOZRVE
NHLDEETHIZERERINLNIEX
lthought to be benign] *HiFMETHZ &
I272%. Denovo THDH I &EMBHERINEEE
(i, ST —REREINZRIZHRD T
HFMTAZENRMNELEE LS.

Copy Number Variation (CNV)i%, <= A 7 &
T LA ST EIR O S RICEWFT- e ER L L
TERHk S 7~ 100bp~3MbDdeletion,
duplication’z ¥ ® a ¥—#E( T, DGVIZE
7 AD15963 % DENIIZ, 66T41FEFELL EAS
TTICBFEINTWD. 7/ LT LA BT
i, &7 LExg: LTk EE DMK
Ek&/A:tH&TM®@m%T L=
D3, BT ABRIRE Ty, BF
Aikwf%sﬁﬁﬁﬁﬁb,7v4®7?
v b7 A LRV Ty T ARE LTHWS
DNAIZ X o THTF—ZITENEL D B2, &
HEN2 7 ) ba— D RIRAIZE
Do DHREDE D MO TEINZEERAIE
fizd 57D, MRED L IZERRAIZERD
RV EEZ HNAHEE (bCNVs) 22V TOH]
EEELZTOHLEEREHINLTVD
(Shaffer, 2007) .

EEFFEOREATRBE S, HEA T, 1gi4

12

(37kb), 3p21.31 (125kb), 5q35.3 (190kb),
6p25. 3 (73/110kb), 7q36.2 (122kb), 8pll.23
(125kb), 10ql1. 22 (168kb), 12p13. 31 (107kb),
16p12.1 (76kb), 19p12 (81/97kb), Xp22.33
(102kb), Xq28 (103kb) D124 UAFZE=IT
BIFAKNWE L. 2o, RLUTST
o N7 4 — 5 TERIZ450004 LA kO fRAT 2 E
# L T U % ¥ E Signature Genomics ft @
benign CNV call & 52 & —F U /= kX
10gll. 22 & 16pl2. 1D AT, 1q44, 3p21.31,
6p25. 3, 8pll. 23, 12p13. 3T —HF 3L, 7q36. 2
L 19p121XDGVICRLEIT A EE OB &FITH -T2
REHOEETIIRGEIN T o, &
B—RRADT ) LT VA IRITRER L EREL
TP ZE T, AMROBITRBEIZBITLA
AADCNVsDBRERIIEZ D Z ENBEIND.

KDY ) AT U A BRI RO BEKRFE
fEEBELUT, WL O00 A kmf%@ﬁ%
SEERLFE. &%, —mBERAIZ
ﬁﬁééné#/A:t—ﬁi rmmw&
W EN TV AEKICBEROBEBREFEZRAT
WBREERHHIETHo=. TbbEEmM
DBEFITT ) L2 C—HEERH > THER
KR EENRETVEELHY 9D LI E
THhH. IHic, MANLEELTHARNE
FHBORIIRDTY ) A3 —EELD 2P
BEEXIL- bCNVs E—BHLEZbDOHH Y, de
novo Th-oThb¥F ULHLEEFRER SBEELR
W2 EbLHBENDI L ETH-T. F£io, de
novo M4 ) A —¥ETHAE Z LM
En-boo, ZOFEBICBEROBETFIF
FELTWARWES LD, FOHEIX
EERER~DEEBIITHE L e S 5% 2
oz,

) LT LA BT OBRKICAICE L T
BEIIROES ) LI E—HREITHOVTO
ERMIROERIALE LR EEZ LN,

E. &

) Ao —HEERETREEDSH D, U
H N TNy 2 — U EERE S ERER
EERE A RS S L TER L 49ER O /
LT VAN Z@B LT, BERSHOZODIE
A RE, BITHFEBLIOREROFMES
EIZ OV TR L7

) LT VA RITE, ERORAERET
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K1. WHSBEDH ) LT LA fRITHER. A FREEEROKKEHOTEM L 4 FPamEpiist
DYEEIBEICR DS /) L —EEMER, BIOUELLGHLMIENT 4 BLRAKE
BREOREE. 6 1, 3, 4136 HRECLARAERETIHRELZRDOOLNTELT, £
YT T AT FISHIEH AUVVIBAC Fu—T7 2 W4 —7y T LA ICTlrs iz,

4 BIGEKEHROY ) AT LA ER 4 Fethefa RAERLISMI R
FEG] | HERI AR Li-thie@Eimson s ) & | s BRAHEBEREORE
REAVE R %5 [Mb] a E—HEMER (Y1 X]
1 F 4pl6.3 63075-2061942 2.00 10gter [0.77 Mb] unbalanced translocation
2 F 4p16. 3 63075-2934119 2.87 4qter [45.56 Mb] rearranged
3 F 4pl6. 3-4pl6. 2 63075-3453423 3.39 terminal deletion
4 F 4pl6. 3-4pl6. 1 63075-5259705 5.20 terminal deletion
5 F 4pl6. 3-4pl6. 1 33860-5488869 5.46 terminal deletion
6 F 4pl6. 3-4pl6. 1 33860-6920095 6. 89 terminal deletion
7 M 4p16. 3-4pl6. 1 63075-7509074 7.45 terminal deletion
8 F 4pl6. 3-4pl6. 1 63075-8089462 8.03 terminal deletion
9 M 4pl6. 3-4pl6. 1 63075-8772114 8.71 terminal deletion
10 F 4pl16. 3-4pl16. 1 33860-8772114 8.74 8pter [2.03 Mb] unbalanced translocation
11 F 4p16., 3~4pl6. 1 33860-8772114 8.74 terminal deletion
12 F 4p16. 3—4pi6. 1 1370178-10219850 8.85 interstitial deletion
13 F 4p16. 3-4p15, 33 63075-11105238 11.04 terminal deletion
14 M 4pl16. 1-4pl5. 32 5776985-17810150 12. 03 interstitial deletion
15 F 4pl6. 3-4p15. 33 841095-14467735 13.63 interstitial deletion
16 F 4pl6. 3-4plb 63075-15700625 15. 64 terninal deletion
17 F 4pl6. 3-4pl5. 31 63075-18616970 18. 55 terminal deletion
susp. unbalanced
18 F 4pl6. 3-4pl5. 31 6307520992651 20.93 llgter [1.27 Mb] translocation
¥*metaphase FISH FRER
terminal deletion
19 3 4p16. 3-4p15. 1 33860-28348051 28.31 10qter [0.15 Mb] KFISH 12T 10gter 12 derdp I8
BEL TR & eHERL-.
20 M 4pl6. 3-4pl5. 1 63075-29416450 29.35 terminal deletion
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=ik band size
) terminal duplication
1 t(1;16) (p36.3;p11.2 ? t 2. 3Mb o3
(1316) (536. 3:p11. 2) b | eein 16qter KRS B2 E =R or bW
2 | add(1) (¢42) ub | loss lqter 8.2Mb { terminal deletion
i 41-1q44 30. 2Mb .
3 der (1) (pter—>q44: :q44->q41:) ub Tz;: i:ter 4 725, 8kb complex abnormality
4 inv(2) (p23¢33)dn b susp CNV only
5 del(2) (q14q21) ub | loss 2ql4-q21 134b | interstitial deletion
i 2q35-¢37. 2 18.9 Mb
6 | add(2) (q37.3) w R 4207a complex abnormality
loss 2qter 6. 2Mb
7 add (2) (q35) ub | loss 2qter 10Mb | terminal deletion
8 | add(2q) ub | loss 2435-q36. 3 8.4Mb | interstitial deletion
9 | del(4) (q34) ub | loss 4q34 8.8Mb | interstitial deletion
10 | del(8) (qi6. 2q22. 2) ub | loss 6q16-q21 15Mb | interstitial deletion
11 | mos add(7) (q36) *¥70% | m_ub | gain Tqter 13.4Mb | terminal duplication
. R interstitial deletion
12 t(7;10) (¢31. 3:923.2) b loss 7q31 4. 3Mb K B LT A DR S S L,
5. 7Mb
13 | add(11) (q22.2) ub Loss 11q24 complex abnormality
loss 11925 2. 3Mb
gain 12pter 7.3Mb | complex abnormality
14 | nuc ish mos (12pterx4) ## % | m_ub . . F* TV TIPS T L BT TIE
gain 12p pericen Sk | i 1) s EmbIc oy & TU0)
15 | mos del(13) (ql2.3q22) *30% | m_ub | loss 13q13-q31 49Mb | interstitial deletion
16 | del(13) (q22q32) ub | loss 13g22.1-13q32.1 | 20. IMb | interstitial deletion
loss 10q11.23-q21.1 2. 2Mb
17 | add(13) (q22) ub { loss 13g32-433 9.2Mb | complex abnormality
loss 13942 8. bMb
18 | del(17) (p13) ub loss 17p13.2-q13. 1 3.2Mb | interstitial deletion
i Tpt 7.
19 | add(17) (p13) g i prer 27. 5Mb complex abnormality
gain 17p13.3 1. 2Mb
s -
20 | mos r(18) (pll.2q23) #50% | m_ub loss 18p 18p complex abnormality
loss 18q 18q
i 8pt . TMb | t inal duplicati
21 | derGDt®:21) (p22:q22.3) | ub | prer 1 e
loss 2lqter 5.5Mb | terminal deletion
22 | t(X:6) (q26;pll. 2)dn b susp CNV only
loss Xq28 5.8Mb | terminal deletion
23 | der(X;15) (428:q11.2) ub * 7 Lo DIFEDATIE interstitial
?oss 15q11.2 263.9kb § deletion 7237, RELEFEFTEZT
B L EE LT R DRI or bOVY,
. gain Xpter 17. 3Mb
24 | add(X) (q28) ub | gain Xq22. 1-q28 51. OMb | complex abnormality
loss Xqter 1. 6Mb
1 Xq28 6. 4Mb
25 | der (X;16) (q28:p13. 1) w | 0° 4
gain 16pter 27Mb
26 | mos +mar #80% | m_ub | gain 13ql2 9.0Mb | marker /% 13 &t oA FUELHE
gain 18pter—18qter
27 +18, +2mar ub
?gain Tcen 5.16 Mb | marker /17 & &> bz X THlEH 2
28 | mos 92, XXXX *47% m_p susp CNV only

b: balanced, ub: unbalanced, m_ub: mosaic unbalanced, m_p:mosaic polyploidy
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band size
%1k
loss 1p21-p13 8.3Mb | 1p interstitial deletion
1 46, XX . d
. 17q interstitia uplication
gain mat 17q12 1. 4Mb * Renal cysts and diabetes (RCAD) region
loss 1q23-q24 7.0Mb | lq interstitial deletion
2 46, XX
16q interstitial deletion
loss 16921 1. 3Mb S
3 | 46, XY. ish subtel (41x2) loss 1g44 0.5Mb | 1q interstitial deletion
4 46, XY loss 421 5.2Mb | 4q interstitial deletion
5q interstitial deletion
5 .
46, XX loss 5435 1. Mo * jncl. Sotos syndrome region
6 | 46, XX. ish subtel (41x2) gain 9qter 20. 1Mb | 9q terminal duplication
15q interstitial deletion
7 46, XY . .
loss 15924 3. aMb * o/1 16g24. 1-q24. 3 Microdeletion region
8 46, XY loss l4gter 5.2Mb | 14 gqterminal deletion
9 46, XX loss 19p13. 3 2.2Mb | 19p interstitial deletion
10 | 46, XY loss 2lqter 7.4Mb | 21q terminal deletion
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loss: 4pter 2.0Mb
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loss: 4pter 28.3Mb ' - e

gain: 10qter 0.15Mb
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